wo 20207050672 A1 | AI] 0N 0 TR0 O A0 O

12) 5@ g 2o 93l FME FASY
(19) A A A 2 A 24 7) é} M0 00 R O O A

FANE
o) TAZFNHE

“3) T AFTHNE
2 19 © WO 2020/050672 A1
2020 '3 3 ¥ 12 € (12.03.2020) WIPO | PCT

(51) FAEHEFH: QA A7 A&k 25H 2 19, Incheon (KR). ©] W4

CI20Q 1/6869 (2018.01) GI16B 30/00 (2019.01) (LEE, Min Seob); 22003 13 Al A5 AEGR 232,

" >
Q1) FAZLNE: PCT/KR2019/011527 102" 1005-<, Incheon (KR).
= oy o], N . (74) A2 e A (KIM, Tae Sun); 06779 A &-A] A2+

(22) FAEYLY: 2019 1 9 9 6 ¥ (06.09.2019) 2T 2167 3, 8%, Seoul (KR).

Z=9 . 3l < = o= - z=
@) &ael: N g1y AT (I HAF Gl Al sd BE SR 2
(26) M EE gl Ao 32 93}o]): AE, AG, AL, AM, AO, AT,

o AU, AZ, BA, BB, BG, BH, BN, BR, BW, BY, BZ, CA, CH,

(30) S-AAAR:

CL, CN, CO, CR, CU, CZ, DE, DJ, DK, DM, DO, DZ, EC,
10-2018-0106466 2018 11 9 4 6 A (06.09.2018) KR

EE, EG, ES, FI, GB, GD, GE, GH, GM, GT, HN, HR, HU,

(71) 2991: o] UTho|oh 1T 2(%) (EONE DIAG- ID, IL, IN, IR, IS, JO, JP, KE, KG, KH, KN, KP, KW, KZ,
NOMICS GENOME CENTER CO., LTD.) [KR/KR]; LA, LC, LK, LR, LS, LU, LY, MA, MD, ME, MG, MK,
22014 Q1HA] 147 8L 1] 2 291, 42, Incheon (KR). MN, MW, MX, MY, MZ, NA, NG, NI, NO, NZ, OM, PA,
N . ' e s PE, PG, PH, PL, PT, QA, RO, RS, RU, RW, SA, SC, SD,

(72) 2B A AHF (KWON, Hyuk Jung); 14506 7] = - SE, SG, SK, SL, SM, ST, SV, SY, TH, TJ, TM, TN, TR,
Z\i}\] jg—%i 186, 2129% 1205@, Gyeonggi-do (KR) ‘\% TT, TZ, UA, UG, US, UZ, VC, VN, ZA, ZM, 7ZW.

4193 (YUN, Seon Young); 21990 1 A] 147 £ 5v]

7 & 30, CE 13093, Incheon (KR). °| 4 ¥ (LEE, Sung &4 AAS (d&=o] A7} ¢l /s 2e S79 9

Hoon); 34075 Al AT AFEE 124, 1055 202 W Azlel H35E 93to]): ARIPO (BW, GH, GM, KE,

3%, Daejeon (KR). 2143 (SHIN, Shang Cheol); 21901 LR,LS,MW, MZ,NA,RW, SD, SL, 8T, SZ, TZ, UG, ZM,
ZW), $-2}A o} (AM, AZ, BY, KG, KZ, RU, TJ, TM), &

(54) Title: NON-INVASIVE PRENATAL TESTING METHOD USING MATERNAL CELL-FREE DNA FRAGMENT
(54)TH e WHA: 24 I 5 F-A)E DNA ©HL 0] 25 0 54 AA AHAL b

TP

2.5 E

2 e

Frequency {%)

15

[0 PO NP N W S

0.5

95 105 115 125 135 145 155 165 175 185 195 205 215 225 235 245 255
Size (bp)

== NOn-pregnancy.aver - preghancy.aver

(57) Abstract: The present invention relates to a non-invasive prenatal testing method using a cell-free DNA fragment derived from
maternal blood, and more specifically, to a non-invasive prenatal testing method capable of determining fetal aneuploidy or maternal
mosaicism on the basis of difference in length between maternal and fetal DNA fragments in a cell-free DNA fragment derived from
maternal blood. More specifically, the method according to the present invention separates the total cell-free DNA fragments isolated
from the maternal blood into maternal or fetal cell-free DNA fragments depending on the length of the DNA fragment, and uses z-scores
calculated therefrom to enable a more accurate determination of fetal aneuploidy or maternal mosaicism. Thus, the method can be
beneficially used in non-invasive prenatal testing.
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